Rare diseases cause strong impact in families and generate needs beyond those associated with the most frequent diseases. Some of these needs are the inclusion of new responsibilities and the relationship with the healthcare and social services. This study is aimed at identifying the priority needs of families of rare disease patients as perceived from the time of diagnosis. This is a qualitative study conducted with 16 relatives of rare disease patients who live in the state of Rio Grande do Sul. Data were collected from November 2012 to March 2013, through semi-structured interviews and submitted to content analysis, based on the bioecological system of human development. The results indicated the following priority needs: access to social and healthcare services; knowledge about rare diseases; social support structures; acceptance and social integration; preservation of personal and family life. It was concluded that (re)organizing services and meeting the specific needs are preconditions to qualify nursing care and soften the impact the rare disease has on the family. DESCRIPTORS: Rare diseases. Family. Nursing.
INTRODUCTION
Rare diseases affect up to 65/100,000 people or 1.3 people for every 2,000 individuals. 1 Most diseases (80%) have genetic origin, and involve one or more genes or chromosomal anomalies and around 75% manifest in childhood. Other rare diseases are caused by bacterial or viral infections, allergies or degenerative, proliferative or toxic (chemicals, radiation) processes. 2 Mucopolysaccharidosis type II (MPS), sickle cell anemia, cystic fibrosis and phenylketonuria are among the rare genetic diseases. In general, these diseases can cause physical, mental, behavioral and sensory abnormalities, compromising several organic systems and making patients and their families dependent on specialized services and multi-professional monitoring for treatment.
Having a rare disease patient in the family has important implications on the family as a whole, particularly on their relationship with the community in which they dwell and the healthcare institutions, which are not always ready to care for them. The families are faced with lack of information on the disease, difficult access to diagnosis and treatment and lack of qualified healthcare professional teams. 3 Moreover, the family suffers at work, since usually one of the parents stops working to care exclusively for the child. As a result, the families' financial status is affected at the same time in which the family is faced with high treatment costs. 3 In this sense, having a rare disease patient in the family generates countless needs. In general, these needs are related to expectations and desires and are perceived and expressed as demands on the healthcare services. Although they result from having a rare disease patient in the family, these needs are similar among families who experience similar situations. 4 Usually manifested as problems, sufferings, or solutions, they interfere in family life: a symbolic or material fact that can either indicate a need or a fault. The family's needs can also point toward a solution for the situation they are going through.
Health-related needs represent what individuals and groups require to have satisfactory social conditions to generate health. They are related to the human essence/existence and to the relational, communicational, emotional, financial and cognitive/ spiritual dimensions. [5] [6] Within the family context, rare diseases add different needs to those usually experienced in common diseases.
This study approaches the needs of families with rare disease patients and uses the bioecological model of human development as reference 7 to enable an examination of family interactions with the different contexts in which their members transit. The model is structured into four interrelated systems: process (interactions), context, person and time. Process is the central system 7 and the origin of the different types of needs in families of rare disease patients.
Process refers to the different forms of "faceto-face" interaction the person/family experiences with their context. These interactions incorporate the growing level of complexity experienced by humans. For example, the way in which families interact with the healthcare services develops from the face-to-face experience they have of the several processes within the different contexts. The most significant processes involve member interactions and include their personal, cultural and social characteristics and other contexts such as work, school and friends.
In family life, these interactions involve the parents' expectation toward the birth of a healthy child, the family composition (dyad, triad) and the stage of the family life cycle (marriage, children's birth, children's adolescence and elderly parents), factors that add more or less experience to administer the problems jointly. They also involve the family's economic status, which can favor their traveling to reference centers, buying medication and accessing private services. As a rule, social interactions can change from the time of disease onset: concerns in relation to disease treatment prevent the family's natural environment from remaining the same as before.
The family's needs are generated within their own microsystem, mesosystem or macrosystem. Knowing them provides consistent content to care for families of rare disease patients. Using the bioecological model as the basis to learn the needs the families have from the time a rare disease is diagnosed is important to build nursing knowledge for rare diseases. Therefore, this study is aimed at identifying the priority needs of families with rare disease patients as perceived from the time of diagnosis. The families were selected in conjunction with the reference services and association coordinators, according to the following criteria: a) mother, father and/or relative of the rare disease patient; b) resident in Rio Grande do Sul; c) registered with the Rio Grande do Sul reference services. The families were enrolled in the study only after the participants had expressly agreed to and signed the Informed Consent Form.
METHOD
Families who live in other areas of the State and those who live in the capital were uniformly distributed during family recruitment. The state capital is where the reference healthcare centers for rare disease patients are concentrated, and families from other regions go there for care. This distribution permitted a detailed visualization of the families' needs in relation to diagnosis, treatment and challenges, such as traveling.
The data were collected using semi-structured interviews recorded with the participants' consent, from November 2012 to March 2013. Based on Urie Bronfenbrenner's bioecological model of human development, a theoretical structure was created for data organization, interpretation and analysis that includes the four elements of the bioecological model: process, context, person and time. 7 Content analysis 8 was as follows: interview reading and rereading, information coding, and thematic nuclei delimitation using regularities and patterns identified in words, phrases and behaviors shown during the interviews as reference. The process of analysis identified the following needs: access to the social and healthcare services; knowledge about the disease; support structure; acceptance and integration into the community; preservation of family and personal life.
The study received certification from the Research Ethics Committee of the institution to which it is linked (Opinion no. 135.831/2012). The guidelines of Resolution 466/2012 were complied with, and participants' anonymity was guaranteed.
To preserve anonymity, the families were identified by a code formed by the letter F (family), followed by a sequence number representing the order in which the interviews were conducted (F1 to F16).
RESULTS

Family characterization
The age of the 16 family members who participated in this study ranged from 24 to 63 years: 14 were mothers, one a grandmother and one a father of a rare disease patient. Three lived in the state capital, five in the metropolitan region and eight in other regions. The rare diseases diagnosed were mucopolyssacharidosis, cystic fibrosis and phenylketonuria.
The three families living in the state capital were represented by three mothers (F1, F2 and F3), aged between 38 and 52 years. Two are married and one, separated. All had completed secondary education; one works full-time in commerce and two are homemakers. One of the latter was a volunteer in a rare disease patients' association. The families are nuclear and formed by the couple and the child and by both parents and two children. The family income is BRL 678.00, BRL 2,500.00 and BRL 5,000.00, respectively, for the three families. The mothers' religions were Evangelical, Spiritist and Catholic. The children with rare diseases were aged 21, 16 and 10 years, and were diagnosed with cystic fibrosis (F1 and F2) at ages 5 years and 6 months, and with mucopolyssacharidosis (F3) at age 7 years.
The families who live in the metropolitan region were represented by four mothers, aged between 28 and 63 years old, and by a 62-year-old grandmother. Two are divorced, two are married and one is single. The families were formed by two to four members, with one to three children. In one of the families (F5), two children had the rare disease. Two mothers and the grandmother are Catholic, one follows Umbanda and one follows no religion. Two mothers work full-time, two do not work and the grandmother is a volunteer in a rare disease patients' association. The average income for these families ranged from BRL 999.00 to BRL 2,500.00 Regarding education, one mother completed primary education, two did not complete secondary education, and two completed secondary education. The children with rare diseases were aged between 10 and 32 years and were diagnosed in the first week of life, and at seven years old with mucopolyssacharidosis (1), phenylketonuria (3) and cystic fibrosis (1) .
The eight families who live in farther regions (up to 520 km from the capital) were represented by seven mothers and one father aged between 29 and 50 years old. Five are married, two have stable relationships and one is separated. The families are formed by three to four members, with one and two children. Five participants worked full-time, the father is autonomous and two are unemployed. The average monthly income ranged from BRL 1,000.00 and BRL 2,999.00 One participant completed primary education, one has not completed secondary education and five mothers and the father have completed secondary education. Four participants were Catholic, one, Evangelical, one, Spiritist, one Lutheran and one did not follow any religion. The children were aged between 3 and 16 years and had been diagnosed with mucopolyssacharidosis (1), phenylketonuria (5) and cystic fibrosis (2) between the first week and the first year of life.
Priority needs mentioned by families of rare disease patients
Access to social and healthcare services
All the families mentioned the need to access social and healthcare services as a priority. Access has a different configuration according to the disease stage in which the patient is. Initially, when the diagnosis is not yet defined but the first symptoms have already been manifested, healthcare services do not seem to solve the patient's problems. Over time, this stage progresses to the need for specialized services in large centers. After confirmation of diagnosis, the families experience traveling problems, with frequent trips to the neonatal or genetic screening reference services and political and social problems (insufficient public social and healthcare policy and financial difficulties to continue traveling and treatment). At the stage of main treatment maintenance, the families are faced with the need to obtain juridical support to guarantee treatment. Regarding rehabilitation services, the difficulty of continuous access to other services, including physical therapy, speech therapy, occupational therapy, among others, is prevalent. 
] (F11).
In some situations, access to healthcare and social services was obtained through juridical support. The families had to appeal to legal processes in order for their child to receive the high cost treatment, which is often not included in the public healthcare system list. Families of children with phenylketonuria faced several difficulties to obtain the special diet: [ 
Need for knowledge about the rare disease
The family's need to know about the rare disease is linked to questions related to heredity, treatment, care required, rights of the rare disease patient and information on new research published. Parents frequently feel frustrated when faced with the lack of knowledge among healthcare professionals and society in general. The terminology adopted to denominate a large part of rare diseases if the first obstacle. A mother reported that the difficulty starts in the way the disease name is pronounced: Another stage starts for the family when the child's/patient's social life is broadened. Childhood is marked by the challenge of acceptance, adaptation and inclusion at school. The treatment of cystic fibrosis required that a mother, F16, exposed her daughter's health status at school and provided information regarding care to the teacher, the director and other mothers. It was by sharing information on the disease that this was shown that being different is normal, as she explained: so, for her it is quite normal, and the whole school, with approximately 50 children, knows that she takes the pill because the name of her medication is pill. [ 
...] All the teachers know and even some students' mothers [...]. Therefore, they all know that she has to undergo physical therapy. It is a normal thing; she is different but she is normal (F16).
A mother explained that when the children become adolescents/adults, especially in cases of diseases that cause significant physical anomaly, the greatest problem is lack of knowledge and the explicit prejudice in her child's relationships with his friends from school, college, work and society, as reported in
her speech: what I can tell you today is that the worst for him -which hurts me a lot -is prejudice. Prejudice is very difficult. This is the worst of all. It is very sad. It hurts him a lot, especially the nicknames he receives [...] (F10).
To meet the individual and social needs, parents feel driven to research on their child's disease. The source of knowledge was books/leaflets, congresses, the Internet and common sense/laypeople. In their long interaction with their child's rare disease, some families have learned to search for information in several sources, which provide tranquility and control of the condition within the family: [ 
] (F11).
The testimony of six families (F3, F11, F12, F14 , F15 and F16) indicated the Internet was the main source of research on rare diseases. However, they highlighted the lack of credibility and sensationalism in some websites, as described below: [...] I was awake the whole night researching the Internet. It was terrible in the first days, because the more read the more I panicked (F3). The need for knowledge was also supplied by exchanging information with other parents. This symbolized a means of reducing the suffering of diagnosis and creating strength to move forward to the next stages of family life.
Need for support structures
The support structures needed by participants include family and social structure. The priority for family structure is having financial support and sharing the daily care for the child, including preparing the special diets. Financial support from the family was significant for these families, as it permitted buying the high cost medications that are not financed by the State.
Regarding social structure, parents expected spiritual help and support from friends in difficult times. A mother, F3, whose daughter has MPS, mentioned that she sought alternatives to overcome the difficulties and provide the required treatment. The social sensitization she undertook led to a wide reaching collective action in the municipality she lives. She explained it as follows: [...] a party was held to help me with her treatment [...] . One day before the event 1,800 tickets had been sold (F3).
In addition to economic support, help from friends and close relatives in caring for the child was mentioned as being important to maintain the family unit. Testimonials from six family members (F1, F2, F3, F11, F14 and F15) clarified that the couple could have some moments of social life or attend commitments that took them away from the family only due to support from friends and relatives. The latter were available to care for the child and generated tranquility and confidence in the family system: [ 
Need to be accepted and integrated into the community
The families mentioned the need to interact with people facing the same rare disease problems and with other people from the community as well. Interacting with people from families with rare disease patients no doubt favors sharing experiences and obtaining responses to their needs. However, interacting with other people outside the context of the disease is also valuable as it reduces the social stigma that labels them as fragile. Rare disease patients and their families become citizens with similarities and problems who are able to administer their own lives once they are inserted into community life routine.
Integrating a child in the school environment was a difficult experience. However, it also facilitated social integration for the rare disease patient. A mother, F3, mentioned it was difficult to find inclusive schools and that even when she found one, the actions did not always correspond to the school inclusion rules. This is what she said: [...] when my mother went to school to fetch her, she was locked in a room alone with the teacher. They did not make any effort for her to improve or calm down [...] . And yet the school said they worked on inclusion [...] (F3).
Also, the F9 mother described her experience in integrating her daughter at school as positive, especially with regard to the special phenylketonuria diet. The family was surprised by the teacher's attitude. She organized a weekly "fruit day" to emphasize its importance for the child's treatment. The other children were led to reflect on solidarity and inclusion, as she described: in general, the school snack is junk food. They organized it so that Wednesday was the fruit day to help the friend who could not eat that stuff [...]. The teacher organized it. And I have kept in touch with her since then (F9).
Need to preserve personal and family life
The family members need to preserve their personal and family life and not live exclusively for the disease. The rare disease patient's physical and emotional progression demands intensive and specific care. In spite of this, the competence to care for the child has been shown to be essential for the parents' feelings of self-esteem, self-sufficiency and confidence. The child's healthy development in the social, school/university, profession and emotional life has reaffirmed the parents' confidence of having cared well for their child, especially in families with young/adult children. The parents' work was an activity that brought financial support and preserved their productive capacity. The parents felt proud of how their children interacted in the contexts in which they lived.
When the children were adults, responsibility for caring for the rare disease patient was no longer an exclusive commitment from the parents. A mother, F2, mentioned that as her child grew it became progressively more difficult to control his daily care and treatment. She recognized it was necessary to preserve her child's autonomy as an adolescent/adult, student, worker, citizen and also as a person who is aware of his condition: [ 
DISCUSSION
The priority needs indicated by the families of rare disease patients are similar to those manifested by families suffering from diseases that occur more frequently in the population. However, a detailed analysis shows that they assume a different characteristic that is determined not by the morbid condition but by the resolution of the professional practices and the way in which the services are organized. These families are usually treated in unequal manner by the healthcare services, but not due to prejudice. Their rights to have access to quality healthcare services, equality, resolution and integrity of the actions are not always respected either because the services do not have the technological resources to care for a rare condition or because the professionals themselves are not prepared.
All the families who participated in the study mentioned access as a priority. In Brazil, equal access to healthcare services has been guaranteed by the federal Constitution since 1988. 1 However, if access means receiving quality care as required, offered in a proper and appropriate place and considering the geographical dispersion 9 of the families under investigation, the inequality in comparison with other chronic diseases is clear. The other chronic diseases that are included in the public health policies and programs, such as the Family Health Strategy are, for example, hypertension, diabetes mellitus, tuberculosis and hanseniasis, for which assistance is guaranteed at all levels.
The need to know what was going on with their children's health was also significant to the interviewed families. The families used the Internet as the source of information both at the time of diagnosis and to add to the information provided by the doctor. In rare diseases, this behavior seems to be common due to the difficulty of finding qualified healthcare services and affected people in the same population. The links this public visits the most are the virtual support groups, blogs and information websites. [10] [11] A study 12 pointed to the importance of social groups who experience a similar situation, such as healthcare teams and associations. Sharing experiences, both virtual or in person, is equal to receiving support to go on. A healthcare team that can support the family and understand the human relations and reactions, without neglecting the medical technique, is particularly important. 12 It is worth highlighting that the initial stage of the family's relationship with a rare disease is permeated by fear and frustration due to lack of knowledge about the disease. Therefore, contact with other families who experience similar difficulties is a source of support and solidarity.
Other needs mentioned by all the families involve the family and social structures, which are divided into financial support, support to care for the child and spiritual support. Social psychology studies mention that several types of social support are considered essential for the well-being and maintenance of health. 13 The results of this study resonate in a study performed with families of cystic fibrosis patients that pointed to the importance of social support through patient associations, which are significant instances to respond to the family's needs. 14 The issue of the rarity of these diseases has an important dimension in the life of the families and patients: their life in society. The need for the rare disease patient's and family's acceptance and social insertion is a significant issue observed in this study. The nursing team needs to assess risk behaviors that could endanger social integration, such as psychological imbalances. It is important to highlight the need to evaluate and monitor rare disease patients and their families with regard to manifestations such as feelings of isolation, selfdepreciation, marginalization and insecurity, as well as symptoms of anxiety, affective lability and depression, which are mentioned in other studies that analyze the relationship between rare diseases and these symptoms. 15 The families in the study indicated that in spite of the problems experienced with the rare disease, they have been able to create a favorable family environment for the patient's. Preserving their personal lives was a need and an important strategy to maintain family identity. Authors have reinforced this idea from a study with families of cystic fibrosis patients resident in the State of Paraná, which showed that their children became able in school, college and/or work activities and led active social and affective lives. 12 Similarly, it was observed that preserving the children's autonomy was essential for the families with adolescent/adult children in this study. A study developed with chronic disease adolescent patient showed results similar to this study's. 16 Even though these adolescents tried to lead life like their counterparts, it was necessary for them to be aware of their disease, special care and responsibilities. Another factor indicated by the interviewed families was interacting with the possibility of death. This causes fear, insecurity and lack of ability to talk about the subject with the family member. Authors state that nursing can be the difference in the process of discussing and accepting the new reality, reducing frustrations and fears. 17 
CONCLUSION
Although this study has considerable limitations that result from its qualitative nature and reduced number of participants, the set of needs indicated as priority by the families of rare disease patients is a basis to reflect on important issues related to these patients' health. The organization of healthcare services and their professional practices are among the issues raised.
Rare diseases represent a great challenge because they require strategies that can improve access to prevention and diagnostic services and to patient treatment. Nevertheless, a rare disease is a condition that in some way places the patients and their families on the margins of the healthcare system, which is usually organized to cater for more frequent diseases in the population. Families are therefore faced with a condition of greater vulnerability not only because one of its members has a pathology but especially because the diagnosis is not always forthcoming and they rarely find services prepared to care for them. At the same time, these families need to adapt to new functions, reorganize their lives to assume the care that the disease demands.
However, it is necessary to be aware that working with rare disease patients and their families does not mean working with a minority but with significant repercussions of growing relevance not only for the families but also for the professionals, managers and social and healthcare institutions. Care for this part of the population must include services and professionals capable of responding to their needs and acting in the primary, secondary and tertiary level. The fact that in Brazil the reference services are few and usually located in large cities, making access to the families that live in smaller municipalities difficult, must also be taken into consideration. Moreover, the resources offered by the municipalities for transportation and education do not always fully meet the families' needs. The need for nursing to be supported by other areas, such as law, to offer support to the families in a decisive manner becomes clear.
